Indications for Ordering
• Confirm diagnosis of cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL) • Determine whether at-risk relatives have a pathogenic NOTCH3 gene variant 
Test Description

Pathophysiology
Reduced cerebral blood flow leads to degeneration of vascular smooth muscle and neurological and psychiatric impairment
Genetics
Gene -NOTCH3
Inheritance -autosomal dominant
Penetrance -100%, with variable expressivity and age of onset
De novo variants -rare
Variants ->300 pathogenic variants identified; the majority are missense Sensitivity/specificity
• Clinical sensitivity -95% (Markus, 2002; Peters, 2005) • Analytical sensitivity -99% 
Results
• Positive
